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Background

Spinal Muscular Atrophy (SMA), an autosomal recessive disorder characterized by lower motor neuron
loss, leads to progressive muscle weakness and atrophy. With a neonatal incidence ranging from
1:6000 to 1:11000, individuals affected by SMA face challenges in locomotor function. The advent
of newborn screening tests, early diagnostic techniques, and the introduction of gene therapy have,
however, shown promise in enabling the acquisition of these motor skills.

Objective

This review article seeks to shed a light on current understandings of the epidemiology, clinical
presentations, diagnostic methods, and treatments for spinal muscular atrophy, highlighting cutting-
edge approaches within the discipline.

Methods

A thorough search was conducted on PubMed, Cochrane, National Institutes of Health, and Web
of Science databases for recent research articles concerning SMA’s incidence, prevalence, clinical
manifestations, early detection, genetic testing and contemporary gene therapy.

Results

The prevalence of SMA stands at 1-2 cases per 100,000 population, with an incidence of approximately
8 cases per 100,000 live births. Pre-1995 studies exhibited varying prevalence rates due to using non-
molecular-biological methods, smalllocalized populations, diagnosticerrors, and regional characteristics.
Diagnosis involving Multiplex ligation-dependent probe amplification (MLPA), quantitative polymerase
chain reaction (QPCR), or next-generation sequencing (NGS) analysis to confirm SMN1 and SMN2
gene status aids in identifying carriers and SMA subtypes. Countries implementing newborn screening
programs have demonstrated early SMA detection in asymptomatic newborns, contributing to reduced
mortality and disability rates. Currently, several types of gene therapy are being used in the treatment
of SMA.

Conclusion

The epidemiology of SMA varies between countries and regions. It is fully possible to confirm the
disease, identify carriers and subtypes. The inclusion of SMA in newborn early detection programs is
crucial for reducing infant mortality and disability, and several gene therapies have received approval
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disease and determine carriers and subtypes.

Pp. 75-83, Table 1, References 50

from relevant authorities for SMA treatment. In Mongolia, it is possible to introduce tests to confirm the

Keywords: Motor neuron disease, newborn screening, SMN1 gene deletion, gene therapy

XypaaHrywm
YHpacnan

Hyrac OynuuHrMiiH xataHrmpan (HBX) eBuuH
ayTOCOMBbIH PeLIECCHB Xanbapaap yaamMuaar, 400f,
MOTOpP HEWPOHbI angaranaap unapaar, 4aBLUMHIYIA
ABUTan OyNYMHIMIAH Cynpar, xataHrupan yycragar
amrar oM. HBX-Tam eBYTeHyyd X3333 4 CyyX,
30rCOX, anxax 39par yageapryn bancaH 6on 9Ha
AMFArMnr yycrary reH, reHEeTUKUMH OHOLUMAroor
CyAnaH TOAOPXOWITXK, HAPaNH CKPUHWHT LLMHXUITI3
HOBTAPC3HTAN XON6GOOTOMIrOOp OBYHUWT 3PT yen
OHOLLUWITK, TEHUAH 3MYMIT33r 9X3NCHI3P IMYUNAX
6onomx Ha3racoH banHa.

3opwunro

Hyrac 6yn4mHrniiH xataHrmpan eB4HU Tapxeap3yn,
OHOLLUUNTOO, 3PT UNPYYMAL, SMUYUMTIdHUIA Tanaapx
M3AI3NNNH XaNNT XMIK, OPYUH YEVUNH XaHanarbIr
TOOOPXOWUIIOX.

MaTepwuan, apra 3ym

HBEX eB4HMI eBuYnen, TapxanTt, 3MHIN3yn, 3pT
UNPYYAar, OHOLIMWAIOO, CYYNWAH yend H3BT3PCOH
[A3BLUMNTIT reH 3MUYUITI3HMIA Tanaap UHTEPHITI
HUATNArAC3H cyganraaHsl eryynnyyaunr Pubmed,
Cochrane, National Institutes of Health, Web of
Science M343anNnuUH cCaHraac xannT aByynnaa.

Yp AyH

XanntelH AyH4 AasxapacaH Tooroop HEX eBuHMiA
TapxanTbliH Tanaap 352, esunenuinH Tanaap 346,
3MHan3yw 6a aHrunan, 3axas 1337, reHeTnk 2465,
HApavH apT unpyynar 152, aMuunrasHui Tanaap
2015 3pasm WnHXMNrasHuMnm eryynan 1974-2023
OHbl XOOPOHA HUWTNArAC3H GanHa. J[raspaac
TOMMIOH AYrHaMXK 6uunas. HBX eB4yHun Tapxant
100,000 xyH am TyTamg 1-2, emunen 100,000
ambf TepenteHg 8 opymMM Toxmongon 6ypTraracaH
fanHa. HBX eBYHWMIA oHOWMIT GaTanraaxyynaxag
MOSEKYN-TEHETUKUAH X34, X343H aprbir cyanad
HOBTPYYNC3H OariHa. 3arasp  LWUMHXMITaarasp
HBX eBYHWII OHOLUMOX, T33r4, O34 X3BLUMHXWAT
Togopxonnox 6onomkron GarnHa.

HBEX eBYHWMI HApaWH  CKPUHWHI  Nporpamm
X3pankyyrk Oanraa ync opHyyAblH Typlunaraap
LWNH3 HApang 3MHON3YWH WUnpanryn yen yr
©BYHMIT OHOLUMWITK, HAPaNH Hac 6apanT, XenknuiiH

Oapxwaanunr Oyypyynax a4 xonborgonton bariraar
Xapyyrnx banHa.

OpoorniH  Gampnaap HBX  eB4HUM  yeunnH
AMYUIITISHA FEHUNH X34, X3A3H TOPAUNH AMUNNTI3
Xumx 6anHa.

OyrHant

HBX eB4HMI TapxBap3yn razap3ym, ync yHA3CTHUI
X00poHA xanbansantan 6ariHa. HBX eB4vHwmir
Oatnax, T93r4 OONMOH A34X3BUMIAT TOOOPXOWNIIOX
Oyp3aH 6onomxror 6arHa. HapaliH apT nnpyynriH
xeTenbept HBX eBYHMIT oOpyynax Hb HsApanH
SHO3MOAN, XenknuiH  63pxwaanuir  Baracrax
a4y XonborgonToWH 33parL33 FeHUMH X3, X349H
SMYMNII3r HIBTPYYJIC3H Hb H3r Tanaac 6BYHMN
SIBLbIT yaaalupyynax, camxpyynax 3epar yp AyHTan
fonoB4 Heree Tanaac yp QAyHIyWm Toxuongong
SMUMINII3r  X3PX3H  YPrarpknyynax  Tanaap
JapaarniH acyygantan Tynrapy GanHa. Mowron
yncag HBX esyHuiir 6atnax, Taar4y 6a A30X3BUIAT
TOITOOX LUMHXWAr33r HIBTPYYN3X OOnomMKTOM
banHa.

Tynxyyp yr: XeOenreeHui HEWPOHbl ©BYVH,
HApariH ckpuHUHT, SMN1 reHunH geneun, reHunH
AMYNIrad

YHaacnan

Hyrac OynuuHrMiH xataHrvpan (HBX) eBuuH
0on ayToCOM peLiecCMB X3BLUMHXI3P yAaMmLuaar,
X64ernreeHnn HeMpoHbl aMb[, YNA3X yypar (survival
motor neuron (SMN) protein)runr kogongor
SMN1, SMN2 reHunH geneun mMyTauumnH ynmaac
yycaar. SMN1 reHuinH romosurotr geneun HBX-
Tan xymyycuiH 95%-g vnapgar [1]. HBEX eByHui
oHowwnr OGatanraaxyynaxag SMN1 6a SMN2
rEHWMH TOOH aHanmM3 WuHXUNras xmnagar. HBX
Hb 3Arapalryn eBYMH GOMOBY HApanH TaHganT
LUMHXKUITA3raap 3pT ye Hb OHOLLMIACHOOP XYHOP3nN
Daracax, Hac GapanTt Oyypax 6GonomxTon 605k
banHa. OpgooruiiH Gangnaap HBX eB4HMIA yeuniH
aMUMNIasHa AMEpPUKUAH XYHC, 3MUNH X0nboo
©onoH EBponbiH AMUIH X0NB00HOOC 36BLLEEPCEH
SMN2 cnnancuHr mogynsatop 6a reH opnyynax
SMYMNI33 3SMHIN3YWMA epreH awwurnargax GawHa

[2].
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MaHawn yncag 1997 oHooc axnaH AHY, XBHIY-bIH
XYP33N3HTaM xaMTpaH 60noH 6ue gaaH MagpanuiH
yAaMLUSIbIH ©BYHUN Tapxanr, AMHIN3YMH
cyganraar MOHron yrncblH HUWT XYH amp XWX,
13 TepnuiiH 20 OpYMM HIPLUNIMINH 6BYMH Ganraar
CyanaH TOrTOoOCOH. TagraspumnH Har 6onox HBEX
©BYHMI TapxanT YnaaHbaaTap XOTbIH XyH ambiH
ayHa 100°000 xyH amg 0.5 pastamkTan Gaviraar
TOITOOCOH Bereef 3HAXyy 6BYHUI 4 A3O0X3B MaHam
OpPHbl XYH amz Toxuongox OGanraar wnpyyncsH
Ganpar [3].

MaHan yncag 2014 oHO HApaH TanganT-
CKPUHUMHT  LUMHXWUIT33HUIA xeTenbep Oatnargax,
LUMHI3P MIHOAIMK Oy HApanr 4 TepnvnH TaHganT
LUMHXUNTI3HA, Xampyyrmk b6ariHa [4].

2020 oHg HBX eByHuiA SMN1 reHuinH myTtauuir
unpyynax OY-biH xamTapcaH cyganraaHg MOHron
cyanaay (M.>XKambsH) xamTapy oponucoH bangar.
CypanraaHaac rapcaH ron yp AyH Hb XxaTaacaH
LycHbl Ton6o awwurnax, SMN1 reHuinH xyynbapbiH
Tooroop HBX eBYHUIA TI3r4vmr TOLOPXOWICOH
banHa [5].

Uaawwna maHan yncag HBX eBYHMIT OHOLUMOX,
3PT WNPYYNrMAH TaHOanT  LWWHXUIT33-CKPUHUHT
NporpaMm X3apankyynaH saByynax 60rnoMXKTon 3cax
©O0NOH AMUYMITI3HUIA ASBLUMAT apryyabIir NPaKTUKT
HOBTPYYN3X Tanaap ©preH XypasHWh MIgnar
M333MIMIAM OIDK cypanuax Lwaapgnara Tynrapd
OaniHa.

3opunro

Hyrac OynumHruniiH xataHrmpan eB4HUA TapxBap3yn,
OHOLUMATOO, 3PT UNPYYNAr, AMUYUNII3HUIA Tanaapx
M3433MNIMNH XainT XUAXK, OPYUH YEUNH XaHanarbir
TOLOPXOMIIOX.

MaTepuan, apra 3ym

HBX eB4HMI eB4Ynen, TapxanT, 3Mrar xam, 3pT
UNPYYNar, CYYNUAH Yen HOBTIPCAH A3BLUMITTIT reH
SMYMINTI3HMIN Tanaap WHTEPHIT34 HUATNSIOCSH
cypanraanbl eryynnyygunr Pubmed, Cochrane,
National Institutes of Health, Web of Science 33apar
M333/1IMNH CaHraac XxaunT siByynnaa.

Yp AYH

XainTblH OyHO [aBxapAcaH Tooroop [gapaax
M393n3n unapcaH. YyHa: HEX eB4HMIM TapxanTbiH
Tanaap 352, esunenuiniH Tanaap 346, aMHan3yun
6a aHrvnan, gs3gxaB 1337, reH GONOH reHeTuK
2465, HAparH apT wnpyynar 152, amMymnrasHumn
Tanaap 2015 3pAsM  LUMHXUAM3HUA  eryynan,
TOWMM eryynan, CUCTEMT aHanus, MeTa-aHanms
1954-2023 OHblI XOOPOHA, HUWTNArAC3H OawHa.
OAraspaac TOMMIOH AYTHAK BMUnas.
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Hyrac OynuuHrumH xatyypan eBYHUW Tapxant
6a eBunen

©Heegpuir xyptan HBX eBuHun  Tapxant,
TOXMONANbIT YHAnax L©6Hrymn cypanraa
XUATOCOHI3C MX3HX Hb 1995 oHooCc emHe 6Gyioy
©BYMH YYCrary reHWmr TOL4OPXOMSTIOXO0C ©MHe
XWATOCOH  TyN  TEHETUKUMH ©OyC  SMHIMn3yuH
OHOLUSIOrOOHbI LANryypbIr awmrnacaH dangar [6].

HBEX eBunMH uxaHx Toxmongong 100,000 xyH
TyTamg 1-2 TOXvMonanbiH JdaBTamxTan Oanaar.
3apum cypanraaraap apan eHgep Tapxant,
Tyxannb6an, WtanuiH bBonoHbA XoTog XWUAC3H
(1992) cymanraaraap <20 HacHbl 100,000 xyHAa
Horoox TapxanT 6.6 ©GanHa [7]. CkaHOuHaBbIH
rypsaH cyganraaraap <18 HacHbl 100,000 xyH ama
TapxanT 4.2 6a <16 HacHbl 100,000 xyHg 3.2-2.8
banHa [8-10]. 3H® Hb HBX eBYHUIN eBunenuiH
OyC HYTIMIUH OHLUMON, snaHrysia yaAMbliH CaHIUAH
anraar UNapxmnmk BonHo. Yr eBYHUA TapxanTbiH
anraBapTan Gangan pgapaax X34 X949H XY4uH
3yMnasc xamaapy 6onox Tantan. YyHa: cyganraar
XWKUr Byc HyTarT XUMmX, ynmaap LeeH TOOHbI
XYH amg cygancaH, HBEX rax mMaT xoBop eB4YHMI
XyBbJ TOXWMOMNAMbIH TOOr WNPYynaxag anjaa
raprax, UXaHx cyganraaHyyn 3eBXeH XYyX4yYauur
XaMpyyrpK cydarncaH 33par Hb TOOH Y3YYNanTuir
HOMargyynaxag Hemeerpk  Oonsowrym oM.
WBensn xuncaH cyganraaraap TapxanT eHaep
favraa Hb LlBeasg apyyn MSHOWMH TOrTOMNLOO
CallH XenKCeH, Toxuongon Oypuir reHeTUKUiH
LWUMHXMNraarasp OGatangartan xonbooton Gawx
Bonox Tantan[11-13]. 3yyH xong CayabiH Apabag
XWAC3H cypanraaraap 6.5 6ytoy eHaep Tapxantran
Oanraar Torrooxas. Onpxum JopHogog HEX eB4HMn
TapxanTt EBponToi xapbLyynaxag eep 6aix 60n1ox
Y Tepen OMPTONTLIH TapxanT eHaep Oarraaran
XxonboH Tanndapnax 6onox tom [14].

HAapaliH CKPUHWHIMIT 3apuM OpOHA epreHeep
XUAASIMYA TyN TOXMONAMbIF TOOLOOMOXbIH TynAa
¢eHOTMNI3P eBYTEHYYANNHTOOr FapraH alurnaaar.
HBEX eBYHMI OyX X3B LWWHXUAH ©BYNIenunr
HUANO3pPaap yHanaxag ayHmxaap 100,000 amba
TepenTtef 8 opunm Toxuongon (~12,000/1) 6angar
[15]. Bapum cypanraaHaac xapaxaz eB4nern apan
Oara acBan eHaoep 0OanHa. WcnaHgag XMIAC3H
cypanraaraap 100,000 ambg Tepenten 13.7,
Cnosak yncag xuincaH cypanraaraap 100,000-
A 17.8 Toxmongon 6ypTtrargcaH 6onos4 3apum
M333M13N AyTyyraac 3Arasp yp AyHr Tannbapnaxag
XYHAPaN yupyymk GanHa [16,17]. CasxaH Kybag
YHOSCHUA OYpTranuH  caHraac XawnT XWUAC3SH
cynanraaraap 100,000-g 5.0 Oywoy Gara eeunen
TOITOOCOH Gereep eBYTOHYYAUNH 70 opunM XyBb
Hb TFEHETUKMNH XyBbA OatnargcaH ©OanmHa [18].
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CypanraaHg meH HEX | 03AX3BTaN XYMYYCUIT apbC
OHIreHUN XyBbpA, cygancaH 6a AuMNaHX Hb Laraad
apbcTaH (30/36), 5/36 Hb xonumor apbcTaH, 1/36
Hb 6HreT apbcTaH 6anB. YyHuir KyObiH XyH ambIH
apbCHbl 6HreTan xonbox Tamnbapnax 6onox Y
XapbLaHryn OfioH LaraaH apbCTHYYd ©BYWUIICeH
X3B33p OanHa. YyHuir tamnbapnax 6omnox xag
X309H wWwanTtraadH O6un. Hargyraspt, yHOSCT3H
XOOPOHAbIH eBYNenunH sinraatan Gamaan. MeH,
XucnaHukyyablH ayHa HBX TasrumiiH gaBTamx
6ara 6argar racaH magas Ganaar [19-21].

Hyrac ©OynuuHrumH ©BYHMHA
3MH3N3YMH 03AX3B

HBX eB4HMin amHan3ynr aHx 1891 oHa I BepaHur
“MeuyaniH ~ YrMAH  OYNYUHIMAH  OaBLUMHIYIA
xaTaHrmpwmnTan” ax, gyy 2 Hapaur TO4OpPXOnioH
OMYUCIHI3C XOWML 3HAXYY 6BYHUM 5 a3axaBuiir
TorroocoH. HBX eByHuin g3axas ronunoH SMN2

XaTtaHrmpan

MOHTOJIbIH AHATAAX YXAAH, 2023-4 (205)

reHUnH xyynbapblH TOOTOM YypByYy xamaapanTtan
banpar [22]. Xoguirasp HBEX eBYHMM aHrmnan
OINOH $IH3, 3apumMpaaa TeBerTan, Tyxaundan HBX
1a, 10, 1B rax MOTYUISH 36BXOH HAr 43X3B AaXWH
aHrunarggar 6onoey 2015 ong W.D.Arnold Hap HBEX
©BYHMI aHMMNNbIr X9nN0apyninK, TaHUNUyyrncaH Hb
NX33X3H Xxaparnaraax b6aviHa (XycHarT 1) [23].

OMH3MN3YMH  WWHX TOMAMMAH  XyBbA  XYYX434
XWMOTOHK, MpOKCUManb OyNMYUHIMIAH Jaamkpax
SIBLTAW cynparn xaTaHrmparn XO€p Tanz Tar XamTan
fanx, poog meyaunH OynuvH gaBamraé epTCeH
Dawix, HYYpHUR OynuMH XapbLaHryn xaBuiiH Banx
4y Bynbbap OYNUMHIMIAH cympan 33par LUWMHX33p
unapgar. XaBvpra XoOpoHAbIH OynuuMH cynapcaH
Y epuHMiA BynuMH XapbLaHry xagranargcaHaac
YYO3H “XOHX xan6apuiH 133" 60NoH napagokcan
ambcran axurnaraggar [2].

Table 1. SMA clinical manifestations, subtypes, SMN2 copy number

Requires Abl Abl Predicted
Type Age of | respiratory toe toe Able to Life SMN2
support
onset Pl.7 sit stand walk expectancy copy
at birth number
0 Prenatal Yes No No No <6 months 1
1 Werdnig- <6 months No No No No <2 years 2
Hoffman
2 Dubowitz 6-18 months No Yes No No 10-40 years 3
3 Kugelberg- >18 months No Yes Yes Assisted Adult 3-4
Welander
4 > 5 years No Yes Yes Yes Adult >4
HBX-Tan HApanH 3MH3N3YMH y313araap copun) xaMrumH ux xapamargaar. CyynunH yeq
TOAOPXONIOX wanryyp Y3YYNanTyyauimH WwuHaunncaH Revised Hammersmith Scale (RHS)

HOr4 XeJdemnreeHuy YWN axunnaraar YHamax
copyn (Chop Intend-®unagenduiiH  XyyxaumH
SMH3MIUIAH HAPaH M3apan OYyNMYUHIMIAH SMI3rniAH

wanryypaap, XegenreeHun yun —axunnaraar
OHOOroop YHarmk, HBX eB4YHUIN anb 4 X3an63puiiH
ven awwurnax 6oncoH [24].

Hyrac Oyn4mHrunH xataHrmpan eBYHUN 3PT UNPYYN3r, OHOLWUITOO

HApanH CKPUHUHT LWWMHXWUNTa3

Honxun gaxuHaa 1965 oHOOC HspanH CKPUHWHE
LUMHXWIT33 XUIAXK aXancaH bangar 6a ogooroop 80
rapyv opHbl 475 rapymn nabopatopua 40 rapyn H3p
TOPNWAH 3MIAMMAr UMAPYYNaX LUWMHXWAT33 XMNGar
OanHa [25].

Tamara Dangouloff Hap (2021) panxuiiH ync
OpHyyabiH HBX eBYHMIA HApaWH CKPUHWUHIWIAH
Tanaap 152 opoHTOW xonborgoH acyynra asu,
cypancaH 6ereeg 82 opHbl 87 Garaac xapuy
XynaaH aBcaH. CyganraaHbl ayHrasp HEX eByHui
HAPanH CKPUHUHT 9 nporpamMMbIr TOrTOOCOH. 2021

OHbl Baranaap O3NXUNH Hspal XyYH aMblH 36BX6H
2% Hb HBX eBYHMIA unpyynart xampargax 6avHa
raXk TaMA3rnaxaa [29].

Asctpanu, benbrn, KaHwag, [epmaH, Wtanw,
TarnBaHb 60MOH ANOH 33par X34 X343H YIC OPOHA
HAAPaNH CKPUHWHI MPOrpamMm X3pankaar.

XaTtaacaH uycHbl O3ax (DBS-dried blood cell)
awuvmaH 6oaut xyrauaadbl MY asyymk SMN1
FeHUNH 7-p 9K30HbLI FOMO3UIOT AENELNAT UNPYYITXK,
SMN1, SMN2 reHunH 7, 8-p 9K30HbI TOOH
xyynbapbir MLPA (multiplex ligation-dependent
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probe amplification) aprbir awwurnaH wnpyymx
OanHa [26].

2018 oHg xurcaH D’Silva HapbiH ABcTpanug
XUACSH cypanraaraap HApanH CKPUHUHT
Xapankyynax 6anaH 6arpgan 6ypaH xaHrargaarym
bonox Hb xapargcaH [27]. Asctpanng SMN2
reHunH 4 xyynbaptam XyyxgumH TOXWOngon
Oycag yncrtam xapbuyynaxag maw 6ara 6Ganpgar.
SMN2 reHunmH TOOH XxyynbGapaac LwanTtraanaH
SMYMITI3HA eepynen opgor Tyn FeHWNWH TOOH
Xyynbapbir angaatan rapracaH TOXvongong
SMUMITI3HA anjaa rapax 9pchanTan. 3HI
cyfanraaraap uar Tyxang aMumiraar axmnyynaxuiH
TYyNO LWWHXWAM3SHUW  aprbif  CTaHgapTyunax,
MOH CKPUHUHIMIAH aprbir HAr4Cc3H Gonrox 3amaap
cakpyyrK, Lar Tyxang Hb OMUUNIaar aXnyynax
BonomxTor BONrox X3parTanr Aypaxas [28].
OBYTEHUN 25 XyBbA TOPCHUN fapaa axHUA 7
XOHOIT LWMHX TOMA3M Mnapd axangar 6a 3apum
cypanraaraap CKpMHUHIMAH aapaa HBX-bIH aHXHbI
WMHX TAMO3M WIIApY  3X3NATMAr oMK  M3AC3H
OanHa. Tunmaac 3H3 cyganraaraap HBEX eByHumr
3PT UNPYY3X HAPaH CKPUHUHT X3parTan Gavraar
OHLIOMCOH [29].

TanBaHb HBX eBYHMIN HAPANH CKPUHWHT MaLl carH
xungar ync [30-32] Gereen WMH3 TOPCOH HApan
Oypa CKPWHWHI XURASr rady ync tom. Hapaiu
CKPUHVHT XUNX34 AiMap HaraH acyygan Ganxryn 6a
ron Hb MO3BXTINI33P XIPINKYYN3X Hb XaMIMiAH TOM
TynramacaH acyygan rax ysax 6awviHa [33]. Hunt
XyH amp HBX T33r4yuiiH CKPUHUHIUMIAT HIBTPYYMAX
acyygan mapraaHTam Gangar 4 HApang TI3r4mmH
CKPUHUHI  XMWX YHO3CMAN  WAYYy M rogrumr
Ccyanaayvmp LOXOH TAMAOJITAXII. JHS Hb yAaM3YIH
3eBreree erex 6onomxuinr onrogor 6aviHa [34].

MaHan yncag 2014 oHZ HApaWiH CKPUHUHT Bytoy
TaHOANT LWMHXUNIIAr WUM3PXUA LUNHX TOMASIITYM
TepenxunH 6a ygamwrnbiH - ©BYHWUWAT  SHTUAH
XypOoaH awoynryn apraap 6atanraatai TexHomnor
awmvmaH 9pT yed Hb WNPYYNdH  OHOLUMITK
AMUMITA3HA XaMmpyynax 3opunroop xeTenbep
O6atancaH. LWnHa3p maHaamk 6yn Hapang HaparH
TYHXHUA YEeUNH X3T aBuaH CKPWUHWHL, HspanH
00OUCBIH CONMUITLOOHBLI AMIar UMPYY3X CKPUHWHT,
HAPaAWH COHCTOMbIH CKPUHWHL, AyTyy HsApawH
peTuHONaTUAH CKPUHUHE XampyyrncaH [4]. OHaxyy
TaHOaNT LUMHXUIr33raap eBYHUWAT 3PT UIPYYNaH
AMYUMNIASHA  3pT  XampyyricHaap  XYYXOWMWH
aHaaraan  Gyypax, XenknuH  BapXLuaanTan
bonoxooc caprunnax 6a XyHOPANUAH  YEeWiH
AMYUNNIrag, rap OyNunH 6a Tycnamx yNIYmMnrasHumn
3apanbir 6yypyynax ad xon6orgonton Gormkas
[35]. Ogooroop 9H3 YMIMANUIAH X34 X343H TeByya
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LLUMHI3P HA3rOSH YN axunnaraa siByyImK 9X3MC3H
Sanpgar. HBX eB4HMIA HApaH TaH4ANT LWMHXUT33r
3H3 XeTendepT opyyrmk 6OMoX oM.

MoneKyn FeHeTUK LWNHXWUNrada

HBEX eBYHWMIA FEeHETUKUAH OHOLUMITOOHbI anTaH
CTaHOapT WuMHXMNrea Hb  multiplex ligation-
dependent probe amplification (MLPA),
quantitative polymerase chain reaction (qPCR)
acean next generation sequencing (NGS)
WnHXMNraarasp SMN1 6a SMN2 reHuiiH TOOH
aHanu3 xumnx tom [6, 16, 36]. Nomosmror SMN1
peneumnr TIFY  WWHXUAM33raap MeH WUIpyymk
fonox Ga 3H® apra Hb XypAdaH, xamg, anb M
nabopatupug xunx 6onomxkrton Gampgar 4 SMN1,
SMN2 reHuiiH xyynbapbiH TOOr raprax 60momMKryn
fanmpgar. SMN1 reHuiH xyynbap reteposvrot
aeneuunr unpyynaxag xamaaran 6a xapuH SMN2
reHniH Xyynbap eBYHUIN TaBuMaH, SMYUITI3HWUI
COHIOMTOHA Yyxarn yypartan banHa.

XOp3B  3XHUA  TEHETUKUMH  LLUMHXWUIr33araap
SMN1 reHWnMH Har annenb [O33pX FOMO3UroT
9K30H 7 geneuu wnpaaryn toxuongons fapaax
LUMHXKUNTISHYYAUNT XUAHA. YYHA:

* CUWIB3HIMIAH KpEATUHMH KMHA3a - X3BWIH (3CBanN
fara 33par nxacd 6onHo). LleeH Toxuongong
CUMB3HIMMAH KpeaTUHWH KkuHasa 10 pgaxuH
NX3CC3H BGancaH Hb OHOLUWWATM YIYWACFAXIyr oM
[36].

* Magpan pamxkyynantelH cyganraa (Nerve
conduction studies)-MagpaxynH M3gpanunH
VANMUAH  NOTEHUMan X3BWUNH, X64enreeHunn
M3AP3MMNH YANUAH NnoTeHuman byypHa.

* OMI- HBEX1 xanbapuiiH yea: penHHepBaLuuryn
neHepsauum eepunent. HBX 2 ©6a 3
XanbapuiiH yen: HelporeH eepunent (YANWIH
noTeHuuwanbiH Xyrayaa yptcax, amnnuTyya
MXC3X, PeKpyuTMeHT OByypax) eepunent
nnapHa [37].

e BYNYUHIMAH GUONCU — TEHETUKUAH CYYIUIAH
YEUNH  OHOLUMITOO  HOBT3IPCHIAC  XOuuW
OYNYMHIMIAH BUONCUIH LUMHXMIT3 MaLl XOBOpP
xnnrgax 6oncoH 4 HBX-tan eB4TeHA, HEMpOreH
©6pUNenTTaN yed 9HY LUMHXWUITI3r XUAHI
[38,39].

Hyrac OynuuMHrMiH xaTaHrupan ©BYHUW
3MYMIIT3I3HMIA OPYMH YEUNH YUT XaHanara

Oaap eryyncaHunaH SMN2 reHuiiH xyynbapbiH ToO
©BYHWUIA 33pIrTal ypBYY XxamaapanTtawm Oamarvir
unpyyncaH He SMN2 reH SMN1 reHunH angargnbir
oprniox  BGonomxTon rSC3H  Taamarnanaap
cyanaaymp mall ofioH cyganraa XuncaH. 1995 ong
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Lefebvre Hap SMN1 6a SMN2 reH HBEX eB4YHWi
aMrankamg ronnox yyparranr [38], M3493ncHaac
Xonw 22 xunuiH gapaa, 2016 oHg HycuHepceH
6angman HBX eBYHUI aHXHbl AMYUNITad BONOXbIr
AHY-g 3eBweepceH [40]. OpgooruiiH 6Gargnaap
HBEX ©eBYHUIN TeHUNH 3SMYUNTaaHL AMEPUKNUIAH
XYHC, SMWUH xon6oo 6onoH EBponbiH 3MUIH
xonbooHooc  3eBlleeperaceH  xoép  SMN2
cnnavcuHr mogynatop (HycuHepceH, Pucamnnam)
©a Har reH oprnyynax (oHaceMHoreH abenapBoBeK)
AMUNNTI3 AIMHAN3YNA epreH awmrnax 6amnHa.

Spinraza  (Nusinersin) SMN2 pgaxb ISS-
N1-tam  xonborgox  hnRNP-A1 CcrnnancuHr
dapadrynnaruunr (splicing repressor) caaTtyyrnx,
ynMmaap OypaH ypTtakn mPHX HuAnankunTuar
aamxkaar. byx TepnuiiH HBX eBuTeHO XWNC3H

AMHAON3YMH  TyplwunTaap XegenreeHnnm  yun
axunnaraar cawXkpyymx, ambapax —Xyrauaar
ypTacracaH. HycuHepceH Hb yaamLumbiH 3Mrarmmr
AMUNAXMUAr  36BLUEBPCOH  aHXHbl  aHTUCEHC

ONIMFOHYKNEOTUAO0A CyypwuiicaH 3mM4YmMniras Gonosy
XaMMMMH YHITOM 3MyyaunH Har oM. OgooruiiH
Sangnaap panxui pgadap 10000 rapyn eBYTeH
3H3 3MUMNII3HA xampargcaH GanHa [36]. 'acaH
X9OMM 4 SMHAN3YMH TyplwumnT cydanraaraap HBX-
Tan eBYTOHYYL SMUMITIdHA, WXKUI YP OYH erexrym
fairaa Hb ©BYHWMIA Ye LiaT, 3MH3N3YA WUNapy
9XANC3H HacHaac MX33X3H Xxamaapgar 6anHa [41-
43].

Evrysdi (Risdiplam) Hb amaap yyx Gonomxrton
Xwxur monekyn 6Gereep U1-snRNP naptuknbir
WHTPOH 7-WUIH CNAANCUHT JOHOPbLIH X3CArT opyynax
3amaap SMN2 cnnancuHrunr 3acgar [44]. 3gan
caviH Tapxgar 6a egep 6yp amaap yy>x XaparnaHa.
OMHaN3yMH TypwunT cyganraaraap HBX-biH Oyx
Xanbapyyasa MSO3rAsXywl camkpan WSPCaH
(FIREFISH, NCT02913482 [45]; SUNFISH,
NCT02908685 [46]; JEWELFISH, NCT04256265
[47]). Pucannnam He 2020 oHbl 8-p capaac xonLw
22 captah 6yx HBX eB4YTeHO ©preH Xaparnax
OanHa.

Zolgensma (SMN-AVXS-101, omasemnogene
abeparvovec-xioi) 6angMan  reHuAr opnyynax
aMumnras tom. 3eBxeH HBEX1 asg xaBINHXUT 13
©BYTEHO XUWC3H cyganraaHbl Yp AYHA YHASCNSH
3H3 amumnr <2 Hactau xyyxaag AHY(2019), meH
SMN2 reHuiH <3 xyynbaprtaw, <21 KI >XWUHTIM
XYYXA34 HexuenT Gavanaap xaparnaxuir Eespont
(2020) 6atancaH GaviHa. 7 capTangaa 3amMuYunrald
XWUAMF3COH  XYYXO94 XWMWC3H cydanraaHg 6Gara
39par camkpan erceH 6anHa [44]. SMN2 reHunH 1
3cBan 2 xyynbaptan, 6 capaac 4331 LWMHX TAOMAIM
WN3PCAH  XYYXAYYOSA SMUUITI3HMM yp Heneer

MOHTOJIbIH AHATAAX YXAAH, 2023-4 (205)

yHanax cyganraa (STR1VE, NCT03306277 [48])
XUMXK OanHa.

2022 oHbl cyganraaraap HUAT 1147 oponuorymimH
©BYHUI TYYX3aHA yHA3cnaH HBX1, 2, 3 naaxastan
eBUYTeHyyasg Pwucounnam  sMuiH  ymnuunrasr
fycag amuiiH 6angmanyyaran wyyn 6yc 3amaap
XapblyynaH cygancHaap 1-p xan6spuiiH HBEX-g
ambipax xyrauaa, Xe4enreeHun yun axwnnaraa
M3a3raaxyny, camxmpd, HycuHepceH 6angmanTamn
XapblUyynaxag rax Henee 6ara rocaH yp AyH
rapcaH OanHa [49]. [O23pX TrEeHWAH 3MUNNTI3
rapaxaac emMHe MapraxuntHyya HBX eBunHg
aknapybuumH (aclarubicin), BonbnpoaTtbiH Xy4un
(valproic acid), canbytamon (salbutamol) 33par
Oangmanuiir cygnaH xaparnax OancaH 6GanHa.
Oaraspaac 3eBxeH canbytamon HBX esunHA yp
OYHTaM am Ganmk 6onoxbIr AyrHaxaa [50].

Xogmnrasp HBEX eBYHUI SMUMNIa3HL reHWrH
SMYUNI33 HIBTIPCIH Y LUNHI acyypanTaun Tynrapy
BanHa. lUnHaap HIBTPYYNCaH 3 6anaman Hapang
UNyy yp OYHT3M Tyn 6ara HacHbl XYyXa4, HacaHg
XYPOryAMnNH 3MYUAIaar 3pPX Xanx, MeH 3apum
TOXMONZONA 3MUMH raX Hemnee, yp HeneerymH
yrimaac eep 3mM33p Conux Lwaapganara rapy bariraa
39par Hb UaawdblH CcydanraaHbl acyynT MeH
acyygan 6omk banraa oM.

OyrHanT:

HBX eB4HMI TapxBap3yn razap3ym, ync yHA3CTHUIA
XoopoHA xanbansantan 6ariHa. HBX eB4vHwMir
Oatnax, T93r4y ©OOMOH A34X3BMWAT TOOOPXOWNIOX
OypaH Gonomxtom  GawHa. HapanH  9pT
unpyynrumH xetendept HBX eB4YHuMIAr opyynax
Hb HSIpaMH SHAOJIASM, XODKIUMWH O3pXLLS3Nunr
Daracrax a4 xonborgonToOMH 33ParLd3 reHWiH
X3 X343H 3MUMIITIar HABTPYYCAH Hb HAr Tanaac
©OBYHMI SBLbIT yAaalpyynax, camkpyynax aepar
YP OyHTSM OonoB4 Heree Tanaac yp AyHrym
TOXVOMNZOMNA SMYUITIAr  X3PX3H  YPrarukiyynax
Tanaap gapaarumH acyypantan Tynrapd 6aviHa.
HBX eBYHUAr aMuMnraary rax y3ax GawcaH 4
LWMHXINAX YyXaaHbl yp AyHO 21-p 3yyHbl 3X3HA
OBYTOH, TOOHWWA T3P OYNUMMHXHUA ambapanbir
eepynex Gonomxuir onrox 6anHa. MoHron yncag
HBX eB4YHuir 6atnax, T9ar4 6a A3AX3BUNT TOITOOX
LUMHXWIT33r HABTPYYIaxX B6onomkTon 6amk 6omnox
TanTtan.
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